A Bedouin infant born to consanguineous parents and grandparents is reported. She had Mullerian aplasia and the phenotypic features of the limb/pelvis-hypo-
In 1985 Al-Awadi et all reported two sibs in a Jordanian family with a non-lethal profound limb deficiency malformation with unusual facies, thoracic dystrophy, and normal intelligence. Autosomal recessive inheritance was suggested. In 1987 Richieri-Costa2 reported a 12 year old Brazilian girl with a similar phenotype. In 1988 Raas-Rothschild et aP reported a consanguineous family from the Oriental Jewish community of Mashad in Iran with three affected offspring (the proband and two aborted fetuses). They showed most of the phenotypic findings of the previously reported cases. They called this condition limb/pelvishypoplasia/aplasia syndrome (LPHAS) and speculated whether or not this rare gene is confined to the Middle East gene pool.
Here we report Mullerian aplasia in the first Bedouin patient with this newly recognised syndrome and briefly discuss the phenotypic variability of the pleiotropic gene.
Case report A healthy, young, first cousin Bedouin couple was referred with their first baby to the Jahra Regional Liaison-Community Genetics Programme from an area near the Iraq-Kuwait border. The proband, born on 23.1.1990, was Z . . (1) the 'fibular' defect including the proximal femur and postaxial ray and (2) the 'tibial' defect including the distal femur and tibia. This Bedouin infant with LPHAS has tibiofibular aplasia. Studying future patients together with world wide reporting of similar cases will help a better understanding of this newly delineated rare autosomal recessive syndrome, which seems to be commoner among Middle East populations.
